1. DISEASE CHARACTERISTICS 1.1 Name of the disease (synonyms) Williams-Beuren syndrome, WBS; Williams syndrome, WS.
1.2 OMIM# of the disease #194050.
1.3 Name of the analysed genes or DNA/chromosome segments 7q11.23, 27 unique sequence genes including: NSUN5, TRIM50, FKBP6, FZD9, BAZ1B, BCL7B, TBL2, MLXIPL, VPS37D, DNAJC30, WBSCR22, STX1A, ABHD11, CLDN3, CLDN4, WBSCR27, WBSCR28, ELN, LIMK1, EIF4H, LAT2, RCF2, CLIP2, GTF2IRD1, GTF21, NCF1 and GTF2IRD2 within the Williams critical region. NCF1 and GTF2IRD2 are variably deleted in WBS.
microRNAs: MIR4284, MIR590; long intergenic non-protein coding RNA LINC00035.
OMIM# of the gene(s)
ELN, *130160; GTF2IRD1, *604318; NCF1, *608512. 
Mutational spectrum

Comment:
The vast majority of WBS cases arise due to a sporadic genetic event.
It is, therefore, not meaningful to analyse relatives without clinical phenotype. In 25-30% of the cases, a parent carries an inversion polymorphism 7 which, however, cannot be detected by the usual WBS analytical methods (FISH, MLPA, CMA). 
TEST CHARACTERISTICS
Negative C D Positive predictive value: Negative predictive value: 
Clinical specificity (proportion of negative tests if the disease is not present)
The clinical specificity can be dependent on variable factors such as age or family history. In such cases a general statement should be given, even if a quantification can only be made case by case.
For individuals without features of WBS, specificity is nearly 100%. However, as clinical manifestations are highly variable, clinical specificity for individuals at the mild end of the spectrum (eg, without cardiovascular abnormalities) may be low depending on the quality of the clinical assessment. If the test result is negative (please describe) Not specifically. The lifestyle will be, however, influenced by the underlying disease.
Which options in view of lifestyle and prevention does a person at-risk have if no genetic test has been done (please describe)?
In the absence of genetic testing, individuals with classic features of WBS should be managed according to guidelines for health maintenance in WBS. 9, 10 Such guidelines include staying active and preventing obesity (eg, to minimize risk of developing diabetes and osteopenia). 
IF APPLICABLE, FURTHER CONSEQUENCES OF TESTING
Please assume that the result of a genetic test has no immediate medical consequences. Is there any evidence that a genetic test is nevertheless useful for the patient or his/her relatives? (Please describe).
Yes. Doing this test may lessen the diagnostic odyssey that potentially includes more invasive testing. Diagnosis enables family members and caregivers to have realistic expectations about their child's growth, health and development. Diagnosis allows optimization of specific therapies (diet, preventive examinations, supportive measures such as assistance in school and therapeutic services).
